Introduction
Since the introdu cti on of Giemsa banding allowed tbe adequate differentiation of Chromosomes 21 and 22 thcre has been a small number of rcports of Trisomy 22 with a common phenotype. I wish to present one further case which is of special interest in tbat it is associated with a materna l chromosome a bnormality.
Propositus
Tbe propositus (Fig. I ), a female, is the first live infant born of non-consan· guineous caucasian parents aged 22 and 23 . Birth weight was 2840 g and the condition at birth was satisfactory. The mother had previously suffered two first trimester a borti ons. Al delivery the infant was noted to have a mid-line cleft palale, an accessory auricle on lhe left and skin tags related to both ears. There was a single palmar crease on the left hand. No other abnormality was detected at that stage, but a chromosome analysis was felt to be justified .
The baby remained well apart from a history of cyanotic spells when crying. At six weeks the infant's facies showed some mid-line prominence, the head circumference was falling below the 10th centile and there was a very minor micrognathia. The following investigations wcre performed:-Chest X-'T<ly showed apparent herniation of lung through the apex of the right thorax, E.C.G. and E.'E.O. were both normal, X-ray of pelvis showed bilateml dislocation of the hips. No ocu'lar abnormality was found by an ophthalmologist.
The hips were reduced under general anacsthetic with considerable difficulty. Lt was thought that they had been fixcd out of the acetabulum at the time of birth .
By 12 weeks she was under the 3rd centile for both wcight and head circumference. She had a development quotient of about 50 and was moderately hypotonic. The episodes of cyanosis had ccased and the chest X-ray was now normal.
By 22 weeks her weight was only 4800 g and her head circumference ooly 38 cms. She continued to develop slowly and her hypotonia was much less marked. Physically she rema:ined well and her hearing and vision appeared normal.
Chromosome analysis
In the propositus 47 chromosomes 'Were found in cach of 25 cells analysed, the extra chromosome was found, with the aid of Giemsa banding, to be a 22 chromosome with deletion of part of the long arm (47XX +22q -).
In the father a normal male kayotype was found, but in the mother there was present a deletion of part of the long arm of one of the 22 chromosomes (46XX22q -). It was not possible to locate the missing fragment of the 22 chromosome thus leaving the possibilities that this represents either a balanced translocation or a simple deletion (Fig. 2) . 
Discussion
This baby presents many of the typical features of Trisomy 22 as described in Table I . There would seem little doubt that this is a definite, if uncommon, entity. Pre-auriculllJr appendagesfslinuses 10 3
Low set earn 10 7
AnVi-rnongoloid slant of eyes It is of particular interest in that it is only the third case (Zackai et al 1973 , Zellweger et a'l 1975 in which an abnormality of the extra chromosome has been found in association with a similar abnormality in the mother. This would lend support to the hypothesis that partial deletion of a chromosome will interlere with the normal processes of dysjunction.
It would now seem reasonable to offer pre-natal diagnostic procedures to parents in whom there is known to be a partial deletion of a chromosome. "Clinicians may tend to dismiss pre-auricular appendages/sinuses as ,common and of little significance, but this finding may be a useful reIllinder to sea'rch for other features of Trisomy 22, which may prove to be less rare than the small number of reported cases suggests".
.,-group.bmj.com on September 6, 2017 -Published by http://jramc.bmj.com/ Downloaded from It remains true that the presence of one congenital abnormality, albeit a relatively minor one suc:h as pre-auricular appendages / sinuses, should always lead to a search for other abnormalities that may be part of a syndrome such as Trisomy 22.
It should also be borne in mind that a mid-line cleft palate carries a high association with other congenital anomalies.
